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Pathogenesis of a variant in the 5' untranslated region
of ADARI in dyschromatosis symmetrica hereditaria
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%2R T, WHREKREEBREENZ R L, FUAEIE 71X ADARI TH Y | S0 BIZHIE
T 5, AWFIETIE, BRIRIER DI TH Y 727285 ADAR]I O = — REB LR~ 7 v
MRz E I IC B iR T2 R 258 97, 5°’UTR (untranslated region) WD /XY 7 2 K ¢.-60A>G
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AIEFNL, BHF & ZORBIC DSH O MBI 2 BRIRG N H 0 | RBUTIT, KRG %%
IRV, XA VT by —7 2 REICTRIEF DFEIED ADARI 2 FBfGHT 24TV
DEBEEZHER Lz, BAANEF T ba—L 100 AOANY T v b OF L [FETH
W LT, ADARI D AT T A L 748 B0 large insertions/deletions O A 4 8 L 72,

ADARI @ 5°UTR EIZFEB® 728U 7 b ¢.-60A>G OFERERENT & 3 5 2 A MK 2>
5 RNA Z it L, ADARI ® S’UTR fEIOBFAR L ERMEZ nETh s/ a—=v 7L
oo ZOESNETnE—F =LA T 2T BB ETFOMICHEALZLVFA—X —#x
FEAER L BFEMEE AT ) —<vfillzEHL ALY 7= —BT v A 2ITo 7,

Flo, 2OV T EBREEFE LA EFER VANV OWT IR L TWD O E R
TS, FERICU TV A L PCR, KU Y —~< )LRNT & 2 R E T R AEAT (in
silico) {To 7T, RNV Y =< VRHTTIZ, AV Y —2OH5EEE /) Y —LOp W% %
NENER LT, ZZIZEENTW D AR L BB O mRNA O &% JlE L., IR
HBOMREITo T2,
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S BT ADARI @ 5’UTR OREREIZ DWW T T 572D, SSUTR #0 & 4 pHFI L. £
NEN1IOTOREIHL4 OOV AR —F—%EL, V27 =27 —EBT vEAIZT
5’UTR D ZNE N DAL O BAR T I B~ DB Z it L7z, 5UTR O & 1% 192bp &
0. ATG I/ 5 48bp T2 A, B,C,D & L., ThENXKE I 7=, Z D B fEIk (48bp)
IZBWT, &5IC/Mn< 4% L (B-1, B-2, B-3, B-4, £ 12bp) . [AIARICEIR TR B~
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HA VI by —7 T A TCHRELZORHIZEB W T, ADARI @ 5°UTR fEIK D /N
U7 b c-60A>G DA EBDT-, BRARANEFa L hr—/L 100 ANIZZOANY T b
LR D 7o Te, ADARI D AT T A 3 7 J5 B2 large insertions/deletions D 8 & 1T
STENERIIRO R ol-2, Vo7 x2TF7—¥T7 vEAICLY SUTR EOARY T b
c.-60A>G D Ep M LR WA DR BL A big U725 F, NU 7 FOBBILIES & gL
T 43% D (p<0.05) L TWiz, BEMHFro UV 7% A4 L PCR TLY T =T —ED



mRNA E% E & LZHER T, 28O mRNA 813 16% DD T, AL FEES
B2 12 (p>0.05), FHERIENT DR Y Y —< LT BT, KU Y — LA TO mRNA
DEZHE LT E A, ZRBMOFHITE AR & i LT 51%4 (p<0.05) L7z, £
J Y —ATO mRNA O\, BpAEM L 2B L CHE R ZITFR O 72 h o 72 (Figure
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L 7= (Figure 2),

ADARI ® 5°>UTR OHEREMEAT TlX. A fHIZ KB S B F ORI, 76%IZ A
(p<0.005) L7z, B fHIkZ R S H 72 BIn + O BT, 216% (p<0.0005) (ZH#H M L7z, L
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ADARI 5’UTR LD Y 7 2 b ¢.-60A>G DIV 7 =T —8 T v A & H - HERE iR
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%, S’UTR EOZERIZ L5 IET DB MEEEIZIT 2 2OHENRH H, 1 D%, 5UTR
DEFBICEVHT-72 ATG MELN ., Z 2 OLHIRARBEND 2 & Tilw L BV
BRI D 2 ERBEBHEN T, RARZ VNI EMELND Z ENRR & R DA
—rThbH, ZONRE— ORI, BV R & 45 E (hereditary
hemorrhagic telangiectasia; HHT) & 8H 25 Hij 88 & ‘5 JiE % £ (craniofrontonasal syndrome;
CENS) 7¢ K THE SN TV D, AEFOELS S IRFT L7722, ARIOANY T > F3fii
RATG Z BT HERTRNZ & £, BRI TV A F TH 5 NetStart TITK
XBNILONR Dol D, TONRX— OFREBIIEESINZ, 5 1Ol
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MEETHY AUG LV ElO ZKEEN D AR Y — LA AT ¥ = 7Ol
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